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Ienb uccnegoBaHMs: oLjeHKa BIusAHysA Bapuanunrs12722 (C/T)COL5A1 reuna Ha paspsis ITKC B eBpoIeongHoOi MOMy/sALuy Y panbCKOTo Perno-
Ha Poccyu. MaTepuarsl 1 METOAbI: OCHOBHAS IPYIIIIa BK/IIOYana 173 MalMeHTOB ¢ pa3pbIBOM IepefiHeit KpecroobpasHoii ceasky (ITKC), koHTponbHas
rpynma — 370 genosek 6e3 cumnromoB paspbiBa IIKC. Obe rpymisl He OT/IMYAMNCE IO MOTY, BO3PACTY, POCTY, Macce U MHAEKCY Macchl Tena. Pesynbra-
TBI: HA0/TIOA/ICh CTIeAyIoNINe TeHOTUIIIYecKye 4acToThl (%): ocHoBHas rpymmna — T/T - 34,1, C/T - 46,8, C/C - 19,1; xontpons - T/T - 25,4, C/T - 50,8,
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C/C - 23,8. TeHOTUIMYECKNE YACTOTHI B 00€MX IPYIIIIaX HAXOWINCH B paBHOBecuy Xapau-BaitHOepra. BeAB/IeHO CylleCTBEHHOE Pa3/Iiue a/IeTbHBIX
vacToT Mexay rpynmamu (p = 0,039). Jona mogeit ¢ renorumioM T/T no cpaBHeHuto ¢ Temy, y koro ectb C annens (C/T+ C/C reHOTHIIBI), B OCHOBHOI
rpymime 6blTa JOCTOBEPHO BBIILIE, YeM B KOHTDOJIE (XZ: 4,408, p = 0,036 ipm 1 cT. cB.; LR-TecT = 4,325, P = 0,038 ipu 1 cT. cB.). OTHOIIEHMe HIAaHCOB
paBHoO 1,52 (95% nmoBepuTenbHblit nHTepBas: 1,027-2,249). BeiBopbI: BlepBbIe II0Ka3aHa accoumanunsa Bapuanym rs12722 COL5A1 rena ¢ puckom pas-
priBa IIKC B poccuiickoit monynanum.

Kniouesvie cnoea: pa3pbiB IepefiHell KpecTOOOPa3HOII CBA3KM KOJIEHHOTO CYCTaBa; TeHeTHYecKas IIpepaclioNoXeHHOCTD; IeH anbda 1 memm Kos-
narena V TuIa; OfHOHYKIeOTHAHas 3aMeHa rs12722 (C/T); 3" -HerpaHcnupyemas 0671acThb.

Ina purupoanms: [Tymkapes B.IL, latnos [I.A., Axmerbanos P.P., Ymyros A.M.,1 Ilymkapesa 10.9., ITomnak JI.H. Accoumanysa Bapuanyun
rs12722 COL5A1 rena ¢ prcKoM pa3pbiBa IepefHert KpecTooOpasHoil CBsA3KM KOMeHHOTo cycTtaBa // CIIOpTMBHAsA MeAMIIMHA: HayKa I IIpaKTuKa. 2017.
T.7, Ne4. C. 63-68. DOI: 10.17238/ISSN2223-2524.2017.4.63.

Objective: to determine the influence of rs12722 (C/T)COL5A1 gene variation on ACL rupture in Europeans of Ural region of Russia. Materials
and methods: the case group included 173 patients with diagnosed anterior cruciate ligament (ACL) ruptures; control group included 370 asymptomatic
persons. Both groups were similar on a sex, age, growth, weight and BMI. Results: the following genotypic frequencies were observed (in %): case
group - a T/T of 34,1, C/T of 46,8, C/C of 19,1; control group - a T/T of 25,4, C/T of 50,8, C/C 23,8. Genotypic frequencies in both groups met Hardy-
Weinberg equilibrium. Significant difference of allelic frequencies was revealed between two groups (p = 0,039). Persons with a T/T genotype had a
significantly increased risk of ACL ruptures in comparison with persons with C/T + C/C genotypes (x2 = 4,408, p = 0,036, OR = 1,52, 95% confidence
interval: 1,027 - 2,249). Conclusions: this is the first study that shown the association of rs12722 COL5A1 gene variation with risk of an ACL rupture
in Russian population.

Key words: anterior cruciate ligament rupture; genetic predisposition; COL5A1 gene; sequence variation rs12722 (C/T); 3" -untranslated region.

For citation: Pushkarev VP. Dyatlov DA, Akhmetyanov RR, Chmutov AM, Pushkareva YuE, Pollyak LN. Association of 'rs12722 COL5A1gene variation
with risk of anterior cruciate ligament rupture. Sportivnaya meditsina: nauka i praktika (Sports medicine: research and practice). 2017;7(4):63-68.
(in Russian). DOI: 10.17238/ISSN2223-2524.2017.4.63.

Beegenne PaspaboTKy MepONPUATHIL, HalIpaB/IeHHBIX Ha COKpaIlleHue
[eHeTnyeck1e BapMaHTBl IOBBIIIEHHOTO pPMCKa IIaTO- pacnpocrpaHeHHocTH paspbiBos IIKC B nomyysauym [5].
JIOTMYeCKUX COCTOSHMIA, BKIIIOYasA TPaBMBI OIIOPHO-/IBUTA- Ponp HacnmemcTBeHHOCTM B pasButum paspoiBa IIKC
TEILHOTO aIlllapara, MOTYT OKa3bIBaTh CYLIECTBEHHOE BIIV- 6b11a mokasana Flynn R.K. u coasr. [8]. ViMu 6b110 ycTaHOB-
AHNe Ha PU3MIECKYI0 PabOTOCIOCOOHOCTD ¥ CHOPTUBHYIO JIEHO, YTO Y POJICTBEHHUKOB IIePBOII IMHUU POACTBA IAIV-
ycmenrHocTs [1-3]. eHToB ¢ paspbiBoM [IKC puck passBuTH:A 3TO¥ MATONIOIUN B

Konennsnii cycras (KC) ABnsercs OfHUM U3 BaXKHeli- 2 pasa Bbillle 061eNONyAIMORHOTO [8]. TeneTnyeckue ac-
VX ¥ OFHOBPEMEHHO Hauboee YA3BUMBIM CMHOBUAIbHBIM COUMATUBHBIC MCCTIENOBAHMA IOKa3an, YTO /I MHAMBUIY -
CYCTaBOM B 4e/IOBEYECKOM OpraHM3Me C yYeTOM €ro aHa- a/bHOTO pucka paspbisa ITKC sHAYMMBIMM ABIAIOTCA Bapy-
TOMUYECKUX U OMOMeXaHM4ecKnx ocobeHHoCTelt. TpaBMbl ANV MO CNICAOBATENIPHOCTI TCHOB, KOTMPYIOIINX KOJI/IaT CHBI
KC 3aHMMarT OffHO U3 IEPBBIX MECT CPelN HOBPEXIEHMIA HECKOJIBKMX THIOB, (GOpMUPYIOIMX (GUOPM/UIBL CBASOK,

POCTKOBBII pakTop AnddepeHnpOBKY 5, MATPUIHbIE Me-
TaJUTONIPOTENHA3bI Y IPOTEOIIMKAHbI U Ap. [9-15].

Bapuant nocneposatenprocTu rs12722 (C/T) BHyTpM
3" -Herpancimpyemoro pernona (UTR) rema COL5A1 ac-
COLMMPOBAH C Pa3NTUYHBIMU 3a00TE€BaHUAMM CBA30K U
CYXOXXM/IMIT: XPOHMYECKON TEHAVMHONATUEN aXUIoBa CY-
xoxuus [16], cMHEpOMOM 3aIsicTHOrO KaHana [17], fByx-
CTOPOHHUM OJHOMOMEHTHBIM DPa3pbIBOM CYXOXKIJIUA de-
THIPEXI/IaBOI MbImbl Gempa [18], paspeiBom ITIKC [10].
COL5A1 xopupyet al menb KojinareHa V TUIA, KOTOPBIi
UTpaeT BaKHYIO POJb IpU HYK/Iealyu u cbopke pubpmm,
¥ CHIDKEHHE €r0 9KCIPeCcCHH B XOfe 3TOrO Iporecca Ipu-
BOJUT K YMeHbIIeHIIo ¢puOpn/T KojtareHa I tuma B cyxo-
KIINSX, CBA3KaX, Koke U porosutie [18, 19]. Galasso O. un
coaBr.(2012) mokasanu, uro T/T renotun Bapuanym rs12722

KPYIIHBIX CyCTaBOB. PaspbIB IepefHeil KpecTooOpasHOI
ceasku (ITKC) aBnsgerca ogumuM u3 Hambojee 4acThIX I10-
BpexpeHnit csizouHoro ammapata KC. B cpegHem B ob1eit
nonynauyu Ha 100 000 yenmosex npuxopurcsa 30-35 cinyyva-
eB paspeia IIKC B rog [4]. PaspoiBy IIKC crocob6cTBytor
¢dusuyeckue Harpy3Kkiu, CBsA3aHHBIE C Pe3KUM M3MEHEHUEeM
HampaBjIeHVs OBVDKEHUSA, poraumeir Ha (QUKCUPOBAHHOI
TOJIeHM, NpMU3EMJICHUEM Ha INpsAMble HOIM IIOCTIe IPBDKKa
[4, 5]. Paspeis IIKC sBrsieTcss OQHOI M3 YaCTBIX TPaBM B
criopre - 2,6% ot obuero konuvecrsa [5]. CambIMu TpaB-
MOOIACHBIMM BUJJaMI CIIOPTA SIBJIAIOTCS TMMHACTHKA, QYT-
607, 60pbba, XOKKell ¢ Imaitbol, Bomeitbon u ap. Paspbis
ITKC TpebyeT Xupyprudeckoro fe4eHus 1 AIUTeIbHON pea-
OumuTanmy ¢ orpaHdeHneM GU3NIecKoi akTUBHOCTI. Me-

Ta-aHa/IN3, BKMOYABIINIA 7556 COPTCMEHOB C PaspbiBOM COL5A1 cumxaet akcnpeccuto reHa COL5A1 u1 konndecTBoO
IIKC, noxasar, 4ro rmocne pexosctpykiuu ITIKC ronbko 55% BOJIOKOH KOJIZTareHa V THUIA B CYXOXXMIMAX YeThIPeXTNIaBoi
BEpHY/IUCh B COPEBHOBATE/NbHBIII cIOpT [6]. [pyrum Hera- Mblb 6expa [18].

TUBHBIM MOMEHTOM ABJ/IAETCA BBICOKAsA YaCTOTA IIOCTTPaB- B cBasu ¢ aTtum, 11e/1bI0 pa6OTbI 61710 uccnegqoBaHue ac-
MaTU4YeCKOro JAereHepaTuBHoro octeoaprpura KC mocne coumanyy Bapuanym rs12722 COL5A1 cpuckoM paspbiBa
xupyprudeckoit pekoHctpykuuu ITKC [7]. 910 onpenenser ITKC xoneHHOTO cycTaBa B pOCCUIICKOIT momyanym. [Ipen-
aKTya/lIbHOCTb M3ydeHns (HakTopoB pucka paspsisa IIKC u BapUTeNbHas IUIIOTe3a 3aK/II0Ya/Iach B TOM, 4TO T anjensb u
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T/T renotun Bapuanun rs12722 COL5A1 rena yaie BCTpe-
YalTCA B IPyIIIe ManueHTos ¢ paspeisoM IIKC mo cpasHe-
HIIO C KOHTPOJIBHOM TPYILION.

Marepuansl ¥ METOABI

Bcero 65110 06C/IenoBaHO 543 HEPOACTBEHHBIX (U3NTe-
CKM aKTUBHBIX €BPOICOMIHBIX XXUTEJIel IpeMMYyIeCTBeH-
Ho YernsibmHcKoit obmacty. [pynma nmauueHToB ¢ paspblBOM
ITKC (ocHOBHasA rpymna) BKIovana 173 yeoBeka, KOTOpBIe
IPOXOAWIN JiedeHMe B TpPaBMATOJNOTMYECKOM OT/elleHUU
JOpO>KHOI K/IMHNYIECKOTT OONbHMIBI Ha CT. YensiOmMHCK
M TpaBMaTOJIOTO-OpToNeAndeckoM oTaeneHuy Nel Yemsd-
OMHCKOI 06/1aCTHOM KIMHUYIECKON OONBHULBI C HeKabps
2012 ropa 1o ¢eBpann 2017 roga. Paspois ITIKC 6b11 guarso-
cTupoBaH ¢ nomoupo MPT u/unmu aprpockonnuu KoneHHo-
ro cyctasa. KoHTponbHas rpynma cocrosna n3 370 gemoBek
6e3 paspeiBa IIKC B anamHese. Bce yyacTHUKY 06cmenoBa-
HsI TIOAIIICA/IN INYHOE NH(POPMUPOBAHHOE COTIacHe.

Buonornyeckme 06pasipl ObIIM B3ATHL B BIJie BEHO3HOI
KpoBM C fobaBieHyeM IuTpara Hatpusa. lenomuyro JHK
9KCTparnpoBamu ¢ nomolpio Habopa GeneJETGenomicDN
APurificationKit (ThermoFisher, CIIIA). Konnyectso JJHK
usMepsin Ha Qmoopomerpe Qubit® 2.0 (ThermoFisher,
CIIA). TenorunupoBanme rs12722 COL5A1 reHa mpoBo-
mumu ¢ momouipio Habopa TagMan® SNP Genotyping Assay,
AssayIDC 370252_20 Ha npubope StepOne™ Real-Time
PCR System (ThermoFisher, CIIIA). PesymbpraTsr sKcmepu-
MeHTOB o6pabarsiBamich ¢ momouibio TagMan® Genotyper
Software V1.3 (ThermoFisher, CIIIA). B kauecTtBe 10JIO-
JKUTEIPHOTO KOHTpomss cmyxwm obpasusr JHK: K562
DNAHighMolecularWeight 1 9947ADNA (PromegaCorp.,
CIHA). Tenermueckme mnpodmmm: K562 DNA - C/C,
9947ADNA - C/T. I KOHTPOJIS TOYHOCTY T€HOTUIIMPOBa-
Hus1 20% o6bpasuoB JHK uccnegoBanucy apaxpst co 100%
COBIIafIeHVIeM Pe3y/IbTaTOB.

CraTvcTUYecKMit aHa/IN3 IIPOBOAM/IN C TIOMOIIBIO IIPO-
rpaMMbl  IBMSPSSv.21. 3HauMMOCTb pasmuumMit Mexmay
BO3PAaCTHBIMY, IIOJIOBBIMM ¥ AHTPOIOMETPUYECKMMU IIa-

CriopTvBHasI
MeaAnumHa:
[ vayxa unpawmoa 1]

paMeTpaMy OCHOBHOJ U KOHTPOJIBHONM TPYIII IIPOBEPS/IU
¢ nomompio t-kputepua CrbrofieHTa. Hynesyro rumortesy
(H,) OTCYTCTBUS OTKJIOHEHUS TEHOTUNMYECKUX YaCTOT Ba-
puanun rs12722 COL5AlreHa B OCHOBHOJ M KOHTPOJIbHOM
rpynmax oT paBHoBecus Xapmu-Baitn6epra (PXB) omenn-
BanM ¢ noMombio Metoaa X2 IInpcona. Tect X2 IInpcona n
KPUTEPUI OTHOIIEHW TIPABIONOKOOUA NCTIONb30BAIN /IS
aHanyM3a Pas/INuMil anjieNbHBIX ¥ TEHOTUIINYECKUX YaCTOT
MEX/y TPYIIIaMy. 3HA4MMOCTD Obl/Ia yCTaHOBJIEHA Ha YPOB-
He p< 0,05.

Pesynbrarsl

Kak BupHO u3 Tabmuupl 1, 0CHOBHas (HAL[VIEHTHI C pas-
poiBoM ITIKC) u KOHTpO/IbHAsI IPYIIIBI CYIECTBEHHO He OT-
JIMYaIUCh TI0 MOy, BO3PACTY, POCTY, Macce M MHJIEKCY Mac-
col Tenma (MIMT).

lenoTunmyeckue u aniebHbIE YaCTOTHI MCCTIEOBAHHOM
Bapuanyy npepcrasnensl B Tabmuue 2. Tect x2 Impcona
1714 OCHOBHO ¥ KOHTPOJIBHOM TPy IOATBEPAUT HYTIEeBYIO
runoresy (HO) oTcyTcTBMA CyleCTBEHHBIX OTINYMII T€HO-
Tunmyecknx 4actot oT PXB. YactoTa MmHOpHOTO amrensa C
B KOHTPOJIbHOJ IpyIe cocrtaBuiaa 49,2% u cxogHa co 3Ha-
YeHVUAMM I/L1 APYTUX eBPOIEeOVIHBIX IomyAnuii [20].

Kak BupHO 113 Tabmuiet 2, yactoTa T ajien Bhlle B oc-
HOBHOJ I'PYTIIIE TI0 CPABHEHMIO C KOHTpoieM. Pasnmuame ain-
JIETTbHBIX YaCTOT MEXJY OCHOBHOJ ¥ KOHTPO/IbHOM TpyIIa-
MU OLIEeHMBAJIY C IIOMOILbIO X2 KpuTepus cornacus IInmpcona
U Tecta oTHOUIEHMsI mpaBgononobus (LR-tect). 3HaueHue
X2 paBHO 4,253, p = 0,039 mpu 1 cT. cB.; LR =4,265, p = 0,039
mpu 1 cT. cB. CrefoBatenbHo, H MOXeT ObITb OTK/IOHEHa,
TaK KaK BEPOATHOCTb Pas3/M4yMsA al/IeJIbHBIX YaCTOT MEXY
IpyIIIaMM HIDKE YCTaHOB/IEHHOTO rtopora 0,05.

B cooTrBeTcTBUM C MOMUMHAHTHOM MOJEIBIO JTOJIIO JIFOMEN
c regotunioM T/T cpaBHUBanu ¢ Temn, y koro ectb C arienb
(C/T + C/C reHoTumel), B OCHOBHOJI 1 KOHTPOJIbHOII IPYTI-
1ax ¢ noMoubo Kpurepus cornacus Ilupcona n LR-tecra
(trabm. 3). Kpurepuit X2 Ilupcona pasen 4,408, p = 0,036
opu 1 CT. CB.; TECT OTHOLIEHUS MpaBromomobus = 4,325,

Tabnuma 1
Tlokasarenu ocHoBHoII (pa3psiB IIKC) 1 KOHTpOIBHOI TpyII
Table 1
Characteristics of the case (ACL rupture) and control groups
Ipynmns1 OcHoBHasA KonrponbHasa P
QOOb11ee KOMM4ecTBO
KEHILVHBI 173 47 (27%) 370 120 (32%) 0,215
MY>XYMHBI 126 (73%) 250 (68%)
Bospact (ropsr) 32,9+0,8 34,3 + 0,6 0,162
Poct (m) 1,74 £ 0,01 1,74 £ 0,01 1,000
Macca (xr) 80,8+ 1,1 80,7+ 1,6 0,959
VIMT (xr/m?) 26,7 £0,3 264+04 0,549

HpI/IMe‘IaHI/IeZ !B OCHOBHOI1 rpymmne BO3pacT IIallMMI€EHTOB yKa3aH Ha MOMEHT pa3pbIBa IIKC, B KOHTPOTI])HOIZ TpymIe — Ha MOMEHT 06cne11013a—
Hus. Bce sHaveHms IIpeNCcTaB/IEHbI KaK CpefHEE apM(bMeTqucxoe + CTaHAapTHasA omnbKa.
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Tabnuma 2

Pacnipepenenne reHOTHIIMYECKNUX U a/IeTbHBIX YacTOT Bapuanum rs12722 COL5A1 reHa B 0CHOBHOI ¥ KOHTPO/IbHOIT TPyIIIax

Table 2
Allelic and genotype frequencies distributions of the rs12722COL5A1 variant in the case and control groups
rs12722COL5A1reHOTHIIBI rs12722COL5Alannenn
Ipynmnbr

C/IC C/T T/T PXB? C T P

0,039°

OcHoBHas 19,11(33) 46,8 (81) 34,1 (59) 0,58 42,5 (147) 57,5 (199) el
KoHTponbHas 23,8 (88) 50,8 (188) 25,4 (94) 0,75 49,2 (364) 50,8 (376) -

[Tpumevanme: 'sHAYEHNSA BHIPXKEHDbI KAK YaCTOTA B TPOIEHTAX C KOMMYECTBOM 06C/IeMOBAHHbBIX B CKOOKax (n); H, OTK/IOHEHNs TeHOTHTIN-
YeCKMX YaCTOT OCHOBHOJ 1 KOHTPO/IbHOI rpymi ot PXB onennsamu ¢ nomompio X2 ITupcona npu 1 crenenn cBo6ops! (CT.cB.). Pazmune
aJUIeIbHBIX YaCTOT MEXJY TPYIIIaMy OLIeHVMBa/IM € IIOMOIbI0 KpuTepus cornacus [Iupcona’ u Tecra oTHomeHus npasgonono6us (LR-rect):
X2 =4,253,p=0,039 mpu 1 cT. cB.; LR = 4,265, p = 0,039 mpu 1 cr. cB.

Tabnuma 3

Pacnpenenenne gactot renotunos T/T npotus C/T+C/C Bapuamym rs12722 COL5A1 reHa B 0OCHOBHOI ¥ KOHTPOTBHOI Ipynmax
(moMIHAHTHAA MOJIENb)

Table 3

Distribution of T/T vs C/T+C/Cgenotype frequencies of the rs12722COL5A1 variant in the case and control groups

rs12722COL5A 1reHOoTUITBI
Ipynmns1
T/T C/T+C/C p
OcHoBHas 34,1 (59)! 65,9 (114) 0,036°
KoHTponbHas 25,5 (94) 74,5 (276) 0,0383

[Tpumevanme: '3Ha9eHNS BBIPAXKEHDI KAK YACTOTA B MPOIEHTAX C KOMMYECTBOM 06CTe[oBaHHbIX B CKob6Kax (n). H ams wacrorst renoruma TT
npotus yactorbl (C/T + C/C) Mex/y IpyIIaMu oLieHMBa/Ii C IOMOLIbI0 KpuTepus cornacus [Tupcona® u LR-Tecra®: x2=4,408, p = 0,036 npu
1 ct. ¢B.; **LR-TecT = 4,325, p = 0,038 ipu 1 cT. ¢B.; otHOmeHue urancos (OIII) pasHo 1,52 (95% [IV: 1,027 - 2,249).

p = 0,038 mpwm 1 ct. cB.; oTHOmIeHue 1aHcoB (OIII) paBHO
1,52 (95% moBeputenbHbIl MHTepBam: 1,027 - 2,249). Tak
Kak rpaHuibl 95% [V He BK/IIOYAIOT 1, MOXKHO CI€/IaTh BbI-
BOJl O CTaTMCTUYECKO} 3HAYMMOCTMU BBISAB/ICHHON CBA3M
mexpy T/T renotunom Bapmamym rs12722 COL5Alrena u
puckom paspeiBa IIKC npu yposHe sHaummocTn p< 0,05.
CnegoBatenbHo, puck paspeisa [IKC y mropert ¢ reHOTHIIOM
T/T npumepHo B 1,5 pasa Bblllle II0 CPAaBHEHNIO C HOCUTETIA-
mu C/C u C/T reHoTunos.

O6cyxaenne

Komnaren V Tuma sBnAeTcA BaXHBIM CTPYKTYPHBIM
KOMIIOHEHTOM HeXpAIIeBbIX GMOPWIII, B KOTOPBIX OH VH-
tepkanupyer ¢ komraredamu 1 u III tuma mia dopmupo-
BaHMA TeTEPOTUIHBIX GUOPUIII, YTO UTPAeT BAXKHYIO POJIb
B cOOpKe PUOPMIUT M UX JTaTepaTbHOM POCTe. DKCIPeCCs
obenx kormmmit COL5A1 rena Heo6xoauMa [yist HOPMaaIbHOTO
¢ubpunnorenesa. Tot daxkr, uto col5al™~ mbium ymuparor
in utero, mog4YepkMBaeT TO, YTO KO/UIareH V TUIIA SABIACTCA
SKM3HEHHO BaKHBIM 6estkoMm [22].

MccnenoBaHHbII TeHETMYECKMII  BapuaHT  rs12722
COL5AlreHa mpencTaBIdeT TPAaH3UIUIO IIUTO3VHA HA THU-
muH BHYTpu 3°- UTR. V3sBectHO, uTto 3'- UTR reHos ay-
KapyMoT COREP)KUT 9NEMEHTBI, KOTOPbIE SIBJISIOTCS BaXKHbI-
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MU IOCTTPaHCKPMIILMOHHBIMM peryraropamyu (momm-A
CHUTHAJIBI, CaiiThl HpuKperteHns OemkoB um MukpoPHK).
LaguetteM-]. ¢ coaBT. (2011) nokasanu, YTO BapUaHTBHI II0-
cneposarenbHocTV BHYTpH 3'-UTRCOL5A 1reHanapymatoT
crabunpHoctb MPHK[22]. Galasso O. n coast. (2012) 06-
Hapyxwmu, 4yTo T/T renotun Bapmanum rs12722 COL5A1
cHIDKaeT akcnpeccuio reHa COL5A1 1 Konm4ecTBO BOTOKOH
KOJ/ITareHa V TUIA B CYXOXXWINAX YeThIPEXITIABOM MBIIII[bI
6empa [18]. VccinemoBaHHBII T€eHETUYIECKUIT BapUaHT OBII
accoLMMpOBaH ¢ 3a00/NeBaHUAMHU OINOPHO-IBUTATENTBHOTO
amnrapara: XpOHMYECKON TEHAMHOIATMEN aXMIIOBa CYXO-
Xy [16], cMHAPOMOM 3aILsiCTHOrO KaHana [17], gByxcro-
POHHJM OZHOMOMEHTHBIM Pa3pbIBOM CYXOXKVJIVS YeThIpeX-
[IaBOJ MBIl Oefpa IpU OTCYTCTBMM VHMUIMMPYIOIIel
TpaBmsl [18], paspeisom ITKC [10].

I[maBHOV HaxOOgKOM OTOTO WCCAENOBAHUS SBISETCS
oOHapy>XeHUe B3aUMOCBA3YM MEXJy Bapuanyein rsl2722
COL5Alrena u paspoiBom [IKC B BbiGOpKe OOMBHBIX U3
poccuiickoit nomynAuuu. YacTora anrenA MOBBIIIEHHOTO
pucka (T amnenp) 6bl1a BbIllle B OCHOBHOI! IPYIIIIE TI0 CPaB-
HeHUIo ¢ KoHTponeM (57,5% npotus 50,8%, p = 0,039). ona
mopeit ¢ renoTunoM T/T 10 cpaBHEHUIO C TEMM, Y KOTO €CTb
C amnens (C/T + C/C reHOTHUIIBI), B OCHOBHOII IpyTIIe ObITa
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TOCTOBEPHO BBIIIIe, YeM B KoHTpore (X2 = 4,408, p = 0,036
npu 1 ctT. cB; LR-Tect = 4,325, P = 0,038 pm 1 cT. cB.). OIII
coctaBwio 1,52 (95% [1: 1,027 - 2,249). To ecTb, puck pas-
priBa IIKC y mopeti ¢ renorunom T/T npumepHo B 1,5 pasa
BbIIe 1o cpaBHeHMIo ¢ Hocurenamu C/C u C/T reHoTunos.
Taxum 06pa3oM, IIONy4eHHbIe HAMM JaHHbIe BIEpBBIE Jie-
MOHCTpUpYIOT acconyanuio amiens T un reroruna T/T Ba-
puanym rs12722 COL5A 1reHa c OBBIIIEHHBIM PUCKOM pas-
priBa IIKC B poccuiickoit monymsamnum.

3akmodeHne

B mccnepoBaHuM BHEpBble IOKa3aHa accolMalyus Ba-
puanyu rs12722 COL5A1 rena ¢ puckom paspsia IIKC B
POCCUIICKOII TIONYIALMM. Pe3ynbraT Hallero MCCIef0oBaHuAa
HY>K/IaeTCsl B IOATBEPXKAEHNH, KOTOPOE MOXKET OBITh IIOTTY-
YEeHO BOCIIPOM3BEJEHMEM ACCOLMATUBHOTO MCCIEfOBaHKA
CITy4ali-KOHTPONb Ha HEe3aBUCUMOIT BBIGOpKe. ITO MO3BO-
JINT pa3paboTaTh HAOOP reHeTUYECKUX BapuaLuii i poc-
CUIICKOJ TIOMYNMALMM, BAMAKIIMX Ha puck paspbiBa IIKC,
C Y4eTOM pe3y/IbTaTOB IIONy4YeHHbIX Hamu panee [12-14].
INocnepyromee mpakTUYeCKOe IpPUMEHEHME TAKOJ IaHeIN
JIOKYCOB TIOMOXeT (OpMMPOBATb TPYIIIbI IOBBILIEHHO-
ro pucka 1o paspsiBy ITKC, 4To6bI CHU3UTD 9TOT PUCK 32
CYeT IPeBeHTVBHBIX MepONpUATUIL (Pa3MIHOYHbIE YIPaXK-
HEeHUA ¥ YIPXHEHNUA Ha PacTATMBAHUE, PasBUTHE CVIIBL U
BBIHOC/IMBOCTY, Pa3BUTHeE IPONPUOLEITUBHON (QyHKINY,
[pUMeHeHIe CPENCTB 3aluThl [4, 5]), a TakKe A mepco-
HMQUKAIVM TOAXOMOB K JTeYeHNIO 11 BeIEHNUIO TAIMeHTOB C
paspeiBoM ITKC.
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